Incidence of abnormalities of sex chromosome is reported to be 1 in 448 new born babies. The association between clinical phenotype and sex chromosome abnormality is highly variable. A 34-year-old unmarried female patient reported to out patient department with complaints of primary amenorrhea and occasional pain in the lower abdomen. On examination, her height was 160 cm and body mass index (BMI) was 27 kg/m 2 . Breast development was Tanner stage 4, pubic hair was tanners stage 1 and no axillary hair was noted. Ultrasonography showed a hypoechoic structure in the place of uterus measuring around 1.7 × 1.1 × 1.0 cm and hypoechoic structures were also noted in relation to iliac vessels suggestive of gonads. Karyotyping showed 46 XY and 47 XXY mosaicism. Bilateral gonadectomy was done and histopathology showed testicular atrophy with Leydig cell hyperplasia. This case is reported in view of the interesting clinical presentation of this rare mosaicism.
INTRODUCTION
Incidence of abnormalities in sex chromosome is 1 in 448 new born babies. 1 The association between clinical phenotype and sex chromosome abnormality is highly variable. 2 Disorder of sexual development is the new terminology used for any abnormality of sex chromosome and abnormal genital development. Aim of presentation of this case is an opportunity to revisit the new classification of disorders of sexual development (DSD) and the rarity of the DSD with mosaicism.
CASE REPORT
A 34-year-old unmarried female patient reported to out patient department with complaints of primary amenorrhea and occasional pain in the lower abdomen (inguinal region). There was no history of primary amenorrhea or unexplained neonatal death in the family. 
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On examination, her height was 160 cm and BMI was 27 kg/m 2 . Breast development was Tanner stage 4, pubic hair was tanners stage 1. She did not have any axillary hair. Abdominal examination did not reveal any mass or hernia in the inguinal region. On local examination, labia majora and minora were well developed and there was a blind vagina of 2.5 cm length. On rectal examination, a small nodular structure was present in the region of the uterus of around 1-2 cm in length. Mild tenderness was present in both the inguinal region.
Patients hormonal profile revealed raised serum testosterone of 899 ng/dl. Serum FSH and LH were normal. Ultrasonography showed a hypoechoic structure in place of uterus, measuring around 1.7 × 1.1 × 1.0 cm (Fig. 1) . Hypoechoic structures were also noted in relation to iliac vessels suggestive of gonads ( Fig. 2 ) even though no follicles were noted. Karyotype showed 46 XY and 47 XXY mosaicism (Fig. 3) . 
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Patient was counselled about the absence of her menstrual and reproductive potential. She was also counselled that she would need serial dilatation of vagina to achieve her coital function. In view of the presence of Y chromosome, she was counselled regarding the risk of malignancy and the necessity for removal of her gonads.
As the patient could not afford laparoscopic surgery, she underwent exploratory laparotomy and gonadectomy, under general anesthesia. A small knob-like structure around 2 × 1 × 1 cm was present in the region of uterus (Fig. 4) , tubes and ovaries were absent. Retroperitoneal space was explored along the iliac vessels on both the sides, but rudimentary gonad could not be located. Decision was taken for exploration of inguinal canal, gonad of around 2 × 3 × 2 cm on the left side and 4 × 2 × 1 cm on the right side were located near the external inguinal ring. Bilateral gonadectomy was done and the gonads were sent for histopathology ( Figs 5 and 6 ).
Microscopy section showed sheets and lobules of Leydig cells interspersed with occasional seminiferous tubules, which appeared atrophic and lined by sertoli cells. No atypia was seen. Final impression was testicular atrophy with Leydig cell hyperplasia (Fig. 7) .
Patient was discharged on seventh postoperative day, with counseling for hormone replacement therapy, and serial dilatation of the vagina for coital function and the need for long-term follow-up.
DISCUSSION
In more than 80% of primary amenorrhea, the cause is either Mullerian agenesis, gonadal dysgenesis or hypogonadotropic hypogonadism. 3 Karyotyping is advised in young individuals with hypergonadotropic amenorrhea and those with congenital absence of uterus. This is to identify the Y chromosome or its fragment(s) as the gonads or gonadal ridges of these patients are at high risk for malignant transformation. As malignant transformation in the gonadal ridge could occur at any age, the streak gonads should be removed as soon as the diagnosis is made, except for complete androgen insensitivity syndrome where gonadectomy can be delayed until the patient has completed pubertal development. Risk of malignancy is about 20 to 30% in 46 XY gonadal dysgenesis and 15 to 20% in case of 46 XY and 45 X mixed gonadal dysgenesis. Malignancy in a case of mixed gonadal dysgenesis is often seen early in 1st or 2nd decade of life.
This condition needs multidisciplinary approach for assessment and management, and consequently will require long-term monitoring and support.
Management of a case of DSDs with androgen insensitivity syndrome should address the following issues: A new taxonomy based on the umbrella term, 'DSD' has been proposed to describe atypical sexual differentiation. Many DSDs are associated with ambiguous genitalia, and present at birth, however, a few may present with delayed puberty or primary amenorrhea. 
